An unknown spondyloepimetaphyseal dysplasia with a positive sweat chloride test, sparse hair and mild facial dysmorphism.
We report the case of a 5-year-old Caucasian female with an undiagnosed spondyloepimetaphyseal dysplasia, mild facial dysmorphism, sparse hair, mild developmental delay and a positive sweat chloride test in the absence of cystic fibrosis.